[PAX6 mutation caused brain abnormalities in humans].
To investigate the association between PAX6 mutation and brain abnormalities. The brain structures of 18 affected patients and 6 normal controls in a large pedigree with a PAX6 mutation (c1080C-->T)were scanned with MRI assessing. Most of the affected patients showed brain abnormalities such as corpus callosum degeneration, broad cerebral ventricle grooves and broad olfactory grooves. Genetic defect of PAX6 gene may result in brain abnormalities.